Jlopozue peoama!

Iosopasnsem 6ac ¢ yuwacmuem 6 3aKIOYUMENbHOM Mmeopemuyeckom smane Mockoeckoll
ONMUMNUAOBL WKOTbHUKOS No 2enemuke! Omeeuasi Ha 60npoCul U GbINONHSS 3A0AHUS, He Chewume,
Maxk Kaxk omeemvl He 6ce20d OYeBUOHbI U MPeOVIOm NPUMEHEeHUs He MOIbKO OUONO0SUYeCKUX
3HaHuil, HO U obwetl IPYOUYUY, TO2UKU U MEOPHECcKo20 nodxoda. Yenexa Bam é pabome!

MaxkcumanbHoe KoJan4ecTBo 0asios: 100
Bpemsi Ha BbInOJIHeHUE PadoThI: 3 Yaca 55 MUHYT.

3ananue 1. Oxpacka JbBHHOIO 3eBa (8 0a/1J10B).

Jlns aHanM3a HacleJOBaHUS LBETa JIENIECTKOB JIbBUHOrO 3eBa Bbl 0T0Opamu 3 OTAenbHBIX
pacTeHus U MPOBEIH pa3NuyuHble ckpenmBanus. Jlenectku pactenuit Nel u Ne2 6putn po3oBoro
[BEeTa, a jJenecTtku pacteHus Ne3 Obumn Genoro nera. M3BECTHO, 4TO Bce IEHbI HAXOAATCS Ha
pa3HbIX XpoMOcoMax. Pe3ynbTarsl CKpeluBaHui PEACTaBICHbI B TaOIHILIE:

CkpemnBanue F1 F2
Nol x No2 BCE KpacHbIC 9:7 = kpacHbie: pO30BbIE
Nol x No3 BCE KpacHbIE 16:21:27 = Genble: pO30BHIC:
KpacHbIe
Ne2 x Ne3 BCE PO30BBIC 1:3 = Genble: po30BBIE

1.1. Kak Hacaenyercsi npusHak? Hanummre reHoTHIIBI BCeX 0TOOPaHHBIX oco0eii (4
0aj1a), a TakKe reHOTHIbI MoToOMKOB F1.

1.2. U3 ckpemuBanus Nel x Ne2 u3 F2 BbI oTo0pasu Hayraa kpacHoe pacrenue. C kakou
BEPOATHOCTBIO 3TO pacTeHue OyAeT reTepo3MroTHLIM X0Ts Obl 0 2 reHam? (4 0asia).

3apanme 2. [IpoekT renom vesoseka (10 6asioB).

B xonme mpoekrta «l'eHom uenoBeka» reHomuyro JIHK wu3 kierok uenoBeka BHawane
(parMeHTUPOBAIM HAa MHOXXECTBO OOJIBIIMX TEPEKPHIBAIOMINXCA (PparMeHTOB, pa3MepoM OT
npumepHo 50 1o 300 Teicsy map HYKJIEOTHIOB, MOCHE YEero KJIOHUPOBAJIN Takue (parMeHTHl B
BEKTOPHI, Ha3bIBaeMble OaKTepHAIbHBIMH HCKYCCTBEHHBIMH Xpomocomamu (BAC, bacterial
artificial chromosome). 3arem kaxxayro u3 tTakux BAC ¢ BcTaBkoil yHMKaJIbHOIO y4acTKa reHoMa
ApoOuiIM Ha mepekpbiBaromuecs (parMeHTHl MEHbIIEH AJIWUHBI, OMpEIeNsiu
IOCJIe/IOBATENIBHOCTH HYKJICOTHIOB HEOONbIIMX (parMEHTOB CeKBEeHUpoBaHHEM 1o ChaHrepy,
IOCJIE Yero IO TEPEeKPHITHIO MOCIEN0BAaTEIbHOCTEH OSTHX HEOONbmMHUX (QparMeHTOB
BOCCTaHABJIMBAJIM TMOJIHYIO MOCIEI0BATENIbHOCTh Kaxkaoi yHukaiabHoi BAC. [Ing toro, yToOb!
coOpaTh TMOJIHYIO MOCIEI0BATEILHOCTh T€HOMa, HEOOX0UMO OBLJIO Y3HATh MOPAIOK (B3aUMHOE
pacnonoxxenne) BAC Ha xpomocomax, To ecTb noiayuyuTb BAC-kapty reHoma. bbuio
IPEAI0KEHO HECKOJIBKO TIOAXOIOB JIJIsl YCTAHOBJICHHUS B3auMHOTO pacnoiokeHuss BAC. Onun u3
TAaKUX IIOJXOJOB OCHOBaH Ha HCIOJIB30BAaHUM DHHJIOHYKJIEa3 PECTPUKLUU (PECTpUKTa3) —
PECTPUKIIMOHHBIN aHanmu3. B 3tom ciydae, kaxayiro BAC o0paOareiBaloT OJHOW U TOH ke
pecTpuKkTa3zoi (WM KOMOMHAIMEeW pecTpUKTa3), MOCJEe Yero yCTaHaBIMBAIOT MEpPEeKpbIBaHHUE



BAC no nHanuuuio oOumx (pparMeHTOB-IPOJYKTOB PECTpUKLMU. JIpyroi mojaxoJ OCHOBaH Ha
ucrnonb3oBanuu STS (sequence-tagged sites) — KOPOTKUX YHHKAJIBHBIX IMOCIEAOBATEILHOCTEN
reHoMa, INPUCYTCTBHE KOTOPBIX MOXHO MpOBEpUTh B Kaxkaod BAC, Hampumep, ¢ MOMOLIbIO
nonuMepasHoi nernnou peakuuu (I1L[P).

[IpenmonokuMm, 4YTOo Mmepex BaMHM CTOMUT 3ajJadya — ONPEIEIUTh B3aUMHOE pPaclOOKEHHE
Heckonbkux BAC (BAC 1-5) ¢ mepekphiBaoliUMuUcs (pparMeHTaMH OIPEEICHHOIO y4yacTKa
reHOMa, HCIIONb3ysl /IBa ONMCAHHBIX BblLIE noxaxona. Ha pucyHke Huke MOKa3aH pe3yiabTar
anekTpodopesa MPOAYKTOB MOJHOTO paciieruieHus Kaxaon u3 natu BAC cMechlo pecTpukTas
Notl, Fsel u Srfl; M — mapkep MoJeKyIspHbIX UIMH (pa3Mep (parMeHTOB MOJMHUCAH B Mapax
HYKJIEOTHJIOB). YUTHUTE, UYTO BBISBISIEMBbIH Ha BCEX JOPOXKKAaX (parMeHT pa3MepoM MPUMEPHO
6500 .H. — 310 PpparmenT camoro BAC-BekTopa, a He BCTaBKHU.
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B Tabnune HKe 3HAKOM «+» OTMEUEHO HalM4Me, a 3HAKOM «-» — OTCYTCTBHE KaXKIOro W3
UCHOJIb30BaHHbIX B aHanu3e STSMapkepoB (A — G) B kaxoit u3 BAC.

STS
A B C D E F G
BAC 1 - - - + . + +
BAC2 + - - - + - -
BAC3 + - + - - - -
BAC 4 - - - - - + -
BACS - + - + - + -

2.1. 3anonHuTe TA0JMLY, OTMETHB 3HAKOM «t» NepeKpbiBaHHe (pParMeHTOB IeHOMA B
coorBercTBYIOIINX BAC, KOTOpOE CiIeayeT TONbKO U3 JaHHBIX PECTPHKIMOHHOIO aHAJIM3A.
Ecan nepexpbiBanue (parMeHTOB TIeHOMAa HeJIb3fl YCTAHOBHMTH IO Ppe3yjbTaram
PECTPUKIMOHHOI0 aHAJIN3a, 0CTAaBbTE COOTBETCTBYIOIIME siueiiku mycTbiMu (1.25 6asia):

BAC2 | BAC3 BAC4 | BACS




2.2. 3anonHuTe TA0JMIY, OTMETHB 3HAKOM «1t» NepeKpbIBaHHe (PArMEHTOB IeHOMA B
coorBercTByIomuXx BAC, koropoe cienyer Tojabko u3 aaHHbix STR-ananu3za. Ecam
nepekpoiBanue (parMeHTOB reHOMAa HeJIb3sl YCTaHOBUTH mo pesyiabraram STR-ananm3a,
0CTaBbTe COOTBETCTBYIOIIME A4elikn nycTbiMu (1.25 6asa):

BAC1 BAC2 BAC3 | BAC4 BACS

2.3. 3anoyaHuTe TAadNMLY, OTMETHUB, KAKHE U3 (JPAarMeHTOB IreHOMA NePEeKPBLIBAIOTCA APYT €
APYroM, Y4YUTHIBasi JaHHbIe KAK PeCTPUKUUOHOro aHaau3za, Tak u STR-ananusa
(mocraBpTe 3HAK «+t» B sIYeHKY, eCJH MOCJIeA0BATeJbHOCTH B cooTBeTcTBYIOmmnXx BAC
NepeKpbIBAIOTCS; MPH OTCYTCTBHU NMEPEeKPHITHS MOCTABbTE B COOTBETCTBYIOIIYIO siYeilKy
3HAK «—»; B 3aN0JTHEHHOI Ta0/u1le He J0JIKHO 0CTAThCS MMYCTHIX A4YeeK) (2.5 0ana)

BAC2 | BAC3 BAC4 | BACS

2.4. Ykaxure, kakue u3 BAC HaxoaaTcs 10 KpasiM aHAJM3MPYeMOro yyactka reuoma? (3
0ajL1a)

2.5. B xaky1o u3 natu BAC BcTpoeH (pparMeHT HanboIbIero pasmepa? (2 6asuia)



3apanue 3. IIIP B peansHoM Bpemenn (6 6a/1510B).

MosnekyasipHbIMU OHOJIOTaMu YacTo ucnonbdyercsa meron [ILP B peanbHOM BpemeHH.
[IIIP B peanpHOM BpeMEHU OCHOBaHA HA M3MEPEHUH HHTCHCUBHOCTH CUTHAJa (IyOpeCIIEHTHOTO
Kpacutess Bo BpeMs amiiugukanuu. CyniecTByroT pa3Hble BApUAHTBI CUCTEM C KPacCHUTEISIMHU,
nBe u3 kotopelx (SYBR 1 TagMan) noka3zaHbl Ha cxeme HIKE.

i SYBR D (€ TagMan
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3HaueHne (IYOpPECIEHTHOTO CHTHajda B KaXIoM oOpasle H3MepsieTcs Ha KaXIOM ILHKIe
amruinpukanui. VHTEHCHBHOCTh CHUTHAJa MPONOPLHMOHAIbHA KOJIMYECTBY HAKOIMJIEHHOTO
nponykra IIIP. B Merone ucnomns3ytorcs cneuupuynbie npaiimepsl. Pazmep momyuaemoro B
pesynbrate amrumdukanuu ¢parmMeHTa o0brdHO He mpeBbimaeT 200 map HykiaeoTuaoB. s
pacyera Ha4aJbHOTO YHMCIa KOMUNA MaTpUIbl HEOOXOAMMO OMPEAETUTh TOT 3TAIl PEaKIiH, KOIaa
aMIUTM(UKAIMST HAXOJUTCS B DKCIOHEHIMAIbHON (pase M MpH 3TOM B KOMIIOHEHTBHI PEaKIUuu
HaxoIsATCs B I0CTaTOYHOM KoiudecTBe. ONMH U3 NOAXOA0B K aHAJINU3Y pe3yJbTaToB Ha3bIBAETCs
«TIOPOTOBBIM METO», KOTjAa JUlsl KakJoro odpaslia OMpeAessiioT 3HAaYeHHE MOPOTOBOTO ILHUKJIIA
peakiuu Ci, threshold cycle, xak Touku mnepecedeHuss rpaduka HAKOIUICHHS IPOAYKTa H
MIOPOTOBOM JTMHUHU (CM. PUCYHOK HIDKE).
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Meron IILIP B peanbHOM BpEMEHM B ILIEJIOM JOBOJIBHO YYyBCTBUTEIBHBIA W TOYHBINA, TEM HE
MEHEEe, BO3MOXKHO IMOJIyYEHHUE JIOKHOMOJIOKUTEIbHBIX pe3ylbTaToB. JlJisl BBIUJIEHEHHS TaKOBBIX
MOYKHO MCIIOJIb30BaTh KPUBBIE IJIaBIEHU (IeHaTypauuu). Kpusas miuaBieHus — 3aBUCUMOCTb
CKOpOCTH majaeHus (GIyopecHeHIMH OT TeMmIeparypsl miaaBieHus. OHa MO3BOJSET
JETeKTUPOBaTh 10 HW3MEHEHHWIO CHrHayia (IyopecleHInn WHTEPKAIHPYIOMIET0 KPacUTels
HaJIMYUe KOHKPETHBIX ()parMEeHTOB MO COOTBETCTBYIOLUM TeMIIepaTypaM IJIaBICHUS.

[IIIP B peanbHOM BpeMEHM HUCHOIB3YETCA [JIsl OLEHKUM BHUPYCHOM HAarpys3ku (4MCIIO KONHUM
BUpyCa Ha eIWHHUIly o0beMa aHanu3upyemoro odpasua). Jljis 3TOro roTOBAT KOHTPOJIbHBIE
o0pa3iel — psa pa3BEACHUN MATPHIBI C HM3BECTHOW KOHIleHTpamueu. st ompeneneHus
KOJIMYECTBA MOJIEKYJ MaTpUIlbl B aHalU3UpyeMoM oOpasle HeOoOXOAMMO UCIOJIb30BaTh
KaTMOPOBOYHYIO KpPUBYIO 3aBHCHUMOCTH C: OT jorapudmMa KOJHMYECTBA MOJEKYJ] MaTpHUIIBl Ha
CTapTe peaKkuu.

3.1. Iloyemy npu ucnojb30BaHuu cucrembl TagMan pa3mep 30H/1a He J0JIKEH NPEBbIIATH
40 nykaeorunoB? OtBet nosicaute (1 0as).

3.2. llouemy mMaccy MaTpuibl B cjydae, ecid ucnoab3yerca TtoTrajibHas /IHK, Ha ogny
peaknuio IS MOJyYeHHsI TOCTOBEPHBIX Pe3yJbTaTOB HY:KHO BbIOMpAaTh U3 Auana3oHa 1 nr
—100 ur? OrBet nosicaute (1.5 6anaa).

3.3. Huxke Ha pHCyHKe a NpeACTABJIeHbl KPHBbIe HAKOIUIEHHS NMPOAYKTOB AJsl NATH
oopasuos (1-5). Ucnoab3oBanbl o1HU U Te ke ycjaoBus [P u npaiimepsl. Ha pucynke b —
KpHBbIe IJIaBJdeHHsA A o0pa3uoB 1, 4 u 5. JIna kakoro u3 odpasuos pesyiabtar I[P
SIBJISIETCS JIOKHOMOJI0KUTEIbHBIM? OTBeT nosicuute (1.5 0anna).
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3.4. Jlisi mpoBeeHUs] AHAJIN3a HA KOJIN4ecTBO BUPYCHBIX YyacTull SARS-CoV-2 B cockole
MOkHO ucnoab3oBaTh Meron IIIP B peasbHoM BpeMeHHM, KOraa cHauyajia u3 odpa3ua
BBIICJAIOT MATpPULy (HAcCJeACTBeHHbI Marepuaa Bupyca). Ilocie 3Toro marpumy
NMOMeIAKT B MPOOMPKY, B KOTOPOi MPOUCXOAAT BCe HEOOXOAUMbIE VISl AaHAJIM3A MPOLECChl.
lepeuncanre 00s13aTe/IbHbIE KOMIIOHEHTbI, KOTOPbIe HY2KHO 100aBUTh B TAKYI0 MPOOMPKY
(kpoMe BbIJIeJIEHHOI MaTPUIIbI), YTOObI B UTOre MOJYYUTH IaHHbIE 0 KOJIMYeCTBe BUPYyca B
cOCK00e NMpH ONMHCAHHOM MOAXOAe (He MCHOoJb3yHTe a00peBHUATYPbI, MUIIMTE HA3BAHMUS
KOMIIOHEHTOB MOJIHOCTHIO H MO-pycckn) (2 6aina).

3ananne 4. AHau3 BUPYcHoil Harpy3ku (15 6anJioB).

Jlnst ompenenenust BUpyCHOW Harpy3ku remaruta C mpu orneHke 3(PPeKTUBHOCTH
IPOBOMMOM TPOTHUBOBHPYCHOM Tepamuud Yy TMalnueHTa X ¢ MPOTHO3HPOBAHUM Pa3BUTHS
xpoHudeckoro mnpouecca nposenu I[P B peanmbHOoM BpemeHu. Ecnm KOHUEHTpamusi BUpyca
menee 8x105 ME/mn (s Bupyca renatuta C 1 ME/mint skBuBanentHa 4 konusim Bupyca Ha 1 M
IEJIBHON KPOBH), TO TPOBOIUMOE IMPOTUBOBUPYCHOE JicueHUE I(PPEKTUBHO, €CIU BBIIIEC, TO
HEOOXOAMMO PACCMOTPETh alNbTEPHATUBHBIE BAPUAHTHI TEPATTHH.

[Ipu BbIIENEHMM HACIEACTBEHHOro Marepuaia Bupyca u3 10 M kpoBu maumeHta X MOTepU
coctaBwiu npumepHo 10%, koHeuHblit 00beM paboyero pactBopa obpasua coctaBui 100 MK
Jns moctpoeHus KaJluOpPOBOYHOM KPHUBOW HCIIONB30BAIM PSAJl M3 CEMU IOCJIEI0BATEIbHBIX
pa3BeleHUI KOHTPOJIBHOM MaTpHIIBI C WM3BECTHOW KOHIIEHTpamuei. McxomHas KOHIIEHTpanus
KOHTpPOJIbHOW MaTpuilel coctaBisia 20 Hr/mii. O0beM pacTBOPOB MarpHil, JTOOABISABIIUICS B
npooupku s [P, cocraBmsut 5 MK (M AJ11 KOHTPOJIBHBIX, U i1 oOpasma). KoHeunslii 00bemM
cmecu st [P cocrapsn 20 mkin. Cpeansisi MOJIEKy/IsipHas Macca HyKJieoTuaa coctasiser 340
[a. Pazmep renoma Bupyca renatuta C cocrasiser npumepHo 9600 HyKI1€oTHI0B.

Pesynprar ananusa npencraBieH Ha pucyHKe HMKe. CeMb KPHUBBIX CJIEBAa HAlpaBO OTPAXKalOT
pe3ynbTar s CEeMH KOHTPOJBHBIX OOpa3loB C MOCJIEAOBATECIbHBIMU DPa3BEICHUSIMU
KOHTPOJIbHOW Marpullpl (camasi jieBasi JIMHUS — UCXOAHAs HEpa3BEICHHAs MaTpuua, Jajee —
passenenue B 10 pas, nanee — paspenenue B 100 pas u T.11.).

[ToctpoiiTe KaMMOPOBOUHYIO KpUBYIO 3aBUCUMOCTH Ct OT IECATUYHOTO JIoTapu(ma KoimudecTna
MOJIEKYJ KOHTPOJIBHOW MaTpHIIbl Ha cTapTe peakuuu. [Ipu mocTpoeHun KaaubpoBOYHON KPUBOI



KOJIMYECTBO IMKIIOB OKPYDISIHTE 1O Ienblx 3HaueHui. 3Hauenue Ci uig oOpasua U3 KpOBU
nanueHta X cocTtaBisieT 32 (Ha PUCYHKE KpuBas Il ATOro oOpas3ia He MPeACTaBICHA).
Omnpenenure ¢ HMCIOIB30BAHUEM MOCTPOEHHOM Bamu kanuOpoBOUHOW KPHUBOH, SIBISETCS JIU
MIPOBOIMMOE JUIsl ManyeHTa X MPOTUBOBUPYCHOE JiedeHHe 3PPeKkTuBHbIM. OTBET 00OCHYMHTE
pacueTamu.
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3ananmue 5. PazBuTne miogoBoi mymku (6 6a/1J1oB).

BONBIIMHCTBO JKUBOTHBIX MMEIOT SIPKO BBIPAKEHHYIO TOJSPHOCTH. Tak, HalpuMep, BBIICISIOT
TOJIOBHOM M XBOCTOBOM KOHEIl TeJla, CIUHHYIO U OPIOIIHYIO CTOPOHY.

Ha pucynke nokazano cxemaruyno pacnonoxenne MPHK nByx renoB bicoid, nanos, hunchback
u caudal xotopsle OyayT 00pa3oBbIBaTh OJHOMMEHHbIE Oenku. Ha cxeme perynsuuu mokasaHo,
KaK 3TH OEJTKA B3aUMOJICUCTBYIOT.

bicoid MPHK

MepepHui 3apHui

KOHeL, KOHeL, caudal mPHK

bicoid 6enok ———IJ

caudal 6enok

hunchback
MPHK

MepepHuin

KoHeu nanos 6enokK

11 -1
iy

hunchback
6enok




5.1. Eciim u3BectHO pacnonoxkenue MPHK renoB B siine, mpeanosioxure (Hapucyiite
rpaguk), Kak OyzeT BbIIIAAeTb rpagueHT caudal w hunchback B MoMeHT Havaja
apodaenns? (1 6awn)
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5.2. Ha pucHykax u300paskeHa JUYMHKA AP030(PUiibl, KOTOpasi pa3BUBAETCS HOPMAJbHO
(1MKuil THI), a TakKxke MYTaHTBI ¢ noreped (yHkuum no reHam (bicoid m nanos).
IIpeamosoxkuTe, KAKHE MYTAUMH MPOU30ILIN B KAKIOM MYTAHTHOM opranusme (2 6aJJa).

Ankun Tun MyTtaHT A MytanT B

P S S

5.3. Jlpo3odpuia sABJIsieTCH CEerMEeHTHPOBAHHBIM KUBOTHbIM. I'eH hunchback 3amyckaer
Apyrue reHbl Pa3sBHTHS, KOTOpPble Pa3lejsalOT Pa3BUBAKINMICH 3apoablll Ha OoJsibliee
YUCJI0 cerMeHTOB. M3BeCTHO, YTO IeH A AaKTHUBHUPYETCH TOJbKO NPH BBICOKOM
KOHUeHTpauuu hunchback (Bbime 10 HMoab/1). I'en B akTHBHUpyeTcs mnpH cpeaHeil
KOHUeHTpauuu hunchback (au:xke 10 HMOJIB/J1, HO BbIIIE S HMOJB/J) , a TeH C 3anmyckaeTrcst
NpH HU3KON KOHUeHTpauuu hunchback (am:xe 5 Hmoab/n). Ha cxeme moka3zaHa cxema
B3amuMoperyJasiuua reioB. Ha rpaduke mokaszano pacnpenenenue Oeaxa hunchback B
nuTomiaasMe apodsimeiics siuexkaerku. Ilpenmonoxkure, kak OyaerT BBIIJIAAETH
pacnpenenenue OeaxoB A, B, C Ha craaum mno3aHero >MOpuUOHA (HapucyiliTe rpapuk
aHAJIOTUYHBIH MepBOMY 3a1aHuI0) (3 0ana).




15

x
= R
f — |
T =
;o NN

0

MNepepgHuin 3apHui

KoHel KOHeL|,

3ananme 6. Famerodurs mxos! (15 6as10B)

Perynsuus pa3BuTHS rameTo(UTOB ayKCHHAMHU U IIMTOKMHUHAMHU aKTUBHO HCCIENyeTCs Ha
MOX000pa3HbIX, HanpuMmep, Ha Physcomitrium patens. ITlaBHas 11eJb UCCIEIOBAHUNA COCTOUT B
TOM, YTOOBI BBISIBUTH MOJICKYJISPHBIX WUTPOKOB HAa Pa3HBIX 3Talax OHTOT€HE3a TalUIOMIHOTO
MOKOJICHUSI.

PazButue ramerodura P. patens Haunnaetcs ¢ nmpopacTaHusi CHOPHI B IEPBUYHYIO XJIOPOHEMY -
Pa3BETBIEHHYIO 3€lEHYI0 HUTh, KJIIETKU KOTOPOM MMEIOT MHOTO XJioporiactoB. Ha xioponeme
Pa3BUBAIOTCSI HUTH KayJIOHEMBI, KJIETKH KOTOPOH KpyIHEe, COAEP)KaT MEHBIIIE XJIOPOIJIACTOB H
CO BpEMEHEM HaKaIJIMBAIOT B IUIACTHJIaX KpacHble KapOTHHOWJABI. JaibHelIas cynpba
KayJIOHEMbl 3aBUCUT OT (DAaKTOpPOB cCpeabl: OO MOABUTCS BTOPUYHAS XJOpPOHEMa, JIMOO
pa3oBbIOTCS JucTOoCcTeOenbHble TraMeTodophl. [losiBIeHHME KaylOHEMbl CTUMYJIUPYETCS
ayKCHMHaMH, B TO BpeMs KaK pa3BUTHE TaMeTO(OpPOB BO3MOXKHO TOJBKO B CIIy4ae COBMECTHOTO
JeICTBUS ayKCHHOB U IIUTOKMHUHOB. Ha pucynke 1 mokaszansl 3Tambl pa3BUTHs rameropuTa, Ha
KOTOpBIE YKa3aHHbIE (PUTOTOPMOHBI OKa3bIBAIOT BIUSHHE.

s packpeIThs MeXaHH3Ma PEryJsIUM, MOKa3aHHOI0 Ha PHUCYHKE 1, MCMONb30BaHBI METOIbI
XMMHUYECKOTO MyTareHe3a 1 aHaiu3a (eHOTUIIOB PACTEHHUN Ha cpelie ¢ J00aBIeHHEM pacTBOPOB
TOPMOHOB (PKCIIEpUMEHTAJIbHbIE TPynmnbl) W 0e3 HuX (KoHTpodbHble Tpynmbl) - HVYK,
HaTUIYKCycHass KHCIIOTa, aykcuH, U bBAIl, OeH3uIaMHHONYpPUH, UTOKUHUH.
DKclepuMeHTallbHbIE TPYIIbl MOABEPrajiuch 00pabOTKe CepHUsIMH KOHLEHTPAlUd pacTBOPOB
HVYK u BAII - or 500 EM 10 12.5 MxM u ot 50 HM 1o 50 MKM cooTBeTCTBEHHO. MyTaHTBI
ObUIM TMONyYeHbl IpU 00pabOTKe CHOp PacTEHHM JUKOrO THIIA MYTAareHOM U MOCIEAYIOLIEM
0TOOpE MyTaHTHBIX (PEHOTHUIIOB. Bce MyTaHTHI ObUIN pa3lesieHbl Ha 8§ KaTeropuil B 3aBUCUMOCTH
or Habopa HaOmomaeMpld OTIIMYMKA TO (EHOTHIY OT JMKOTO THUMa. Y TaMeTO(PUTOB OBLIN
M3y4YeHBbl MPU3HAKH pa3Mepa HUTEH MPOTOHEMBI, KOJMYECTBO HUTEH NMEPBUYHON XJIOPOHEMBI U
KayJIOHEMbI, KOJUYECTBO TaMeTOPOpOB M HaJW4YUME AaHOMAJIUM pa3BUTUS TraMeTo(OpoB.
Pesynbrarel ananu3a nmoka3aHsl B Tabnumnax 1 u 2.
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Perynsauus pasButus ramerobuta Physcomitrium patens ayKCHHAMU W IHUTOKWHUHAMMU.
CryomHble CTPENKH YKa3blBalOT Ha IEPEeXO MEXAYy CTaIusMU OHTOreHe3a TraMerodura.
[TyHKTHpHBIE CTPEIKH 0003HAYAIOT MPOIIECChI, BOBICYEHHBIE B TIepeaady CUTHAIOB TOPMOHOB,
HaJ| CTpeJIKaMU MOANMCAHbI YYaCTHUKU 3TUX IpoleccoB. KpacHbiMu yepramu ¢ nudpamu 1-5

OTMCUYCHBI YHAaCTKU CXCMBbI PCryIIUA PA3BUTUSA, TAC O6H3,py>I(CHBI MyTalluu B paMKax JaHHOT'O
HUCCICIOBaHNA.




MonoxwuteneHoe o, TMoNOXUTENBHOE ®, OTPULIATENLHOE ® M/IM OTCYTCTBME BO3/ENCTBUS ® FOPMOHA Ha KOJIMYECTBO HUTei
OTPULATE/ILHOE ® UM OTCYTCTBUE | y;10p0HEMbI 1 Kay/IOHEMbI Y MyTaHTOB B CPaBHEHWM C KOJMHYECTBOM HUTEN MyTaHTa Ha cpe/e 63 ropMoHoB
P BO3/1EVICTBMA ® FOPMOHa Ha
ashep pa3Mep NPOTOHEMbI B CPaBHEHIM C
Kateropus T::;:z::'::': MCXOAHbIM Pa3MepOM NpOTOHEMbI KOo/M4ecTBO HUTEI NEPBUYHON XJIOPOHEMbI KoNm4ecTBo HUTEi KayIoHEMbI
MyTaHTa Ha cpese 6e3 ropMoHOB
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v cpeaHee 3HayeHue pasmMepa NPOTOHEMbI Y MyTaHTa MEHbLUE, YEM Y IUKOro Tuna
> cpe/Hee 3HayeHWe pa3Mepa NPOTOHEMbI y MyTaHTa 1 IUKOTO TUMa He OT/INHaloTCA
2

¥ cpefiHee KOMYECTBO HUTEN Y MyTaHTa MeHbLLE, YeM Y AUKOro Tuna

P Cpe/iHee KOMHECTBO HUTEN Y MyTaHTa W AMKOrO TUMa He OT/IMYAoTCS

A cpeaHee Kom4ecTso HUTEN Y MyTaHTa 60}1bLLle, YeM y AUKOro Tuna

3

©@ HU3KME KOHLEHTPaLUWUM ropMOHa He OKa3bIBAOT B/IMSHUE HA NPU3HAK, A BbICOKWE BAUSAKOT OTPULIATEIbHO
©® HU3KME KOHLEHTPaLMM rOPMOHA He OKa3bIBAOT B/IMSIHUE Ha NPU3HAK, a BbICOKWE BAUSAIOT MOI0XKUTENbHO

BosaeiicTBue ropMOHOB Ha pa3Mep U KOIMYECTBO HUTEH MpoToHeMbl Physcomitrium patens

BospeiicTBre ropMoHa Ha pasBuUTUE U KONIMHECTBO raMeTodopoB Y AMKOro TUNa U MyTaHTOB
PasBuTure rameTodopos
Konuyectso rameTodopoB Ha rameTopuTe o HOPMa/IbHOE pasBuTHe
Kateropus MonoxuTeNbHOE ®, OTPULIATE/IbHOE ® MW OTCYTCTBUE BO3AENCTBUA © © aHOMa UM pa3BUTUs / apecT pasBUTUA
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BoszneiicTBue TOPMOHOB Ha KOJMYECTBO raMeTo(OpoOB W HA HAIUYHE AHOMAIHUN pPa3BUTHS
rametopopoB Physcomitrium patens.

6.1. BHuMareJIbHO M3Y4HTe Pe3yJbTAaTbhl MCCJIEI0BAHUS, NMOKA3aHHbIe B Ta0jumax 1 u 2.
CoorHecure kareropuu MyTaHTOB (1-8) ¢ mpeanmonoKMTEJBLHBIM MECTOM MYTAIMH HA



cxeMe peryJasuMu pa3sButusi rameropura Physcomitrium patens (A-JI) Ha pucynke 1.
Hecko/IbKO MyYTaHTOB MOTYT HMeTh MYTAIlMI0O B OJTHOM M TOM 3Ke MeCTe CXeMbl peryJisiliuu
(8 6as10B).

Kareropus 1 2 3 4 5 6 7 8
MYTaHTOB

Mecto myTtanuu
Ha CXeMe
perynsiuu

6.2. Ilo mepe pa3BuTHsi raMeTo(PUTAa MPOUCXOAUT HAKOIJIEHHE KPACHBIX KAPOTUHOUI0B B
IUIACTHAAX KJIETOK KayJloHeMbl. 3BeCTHO, YTO AJIsl CTUMYJSIIIUM CHHTE3a KAPOTHHOM/I0B
Heo0X0MM AayKCHH, KOTOPBIi  AKTHBHPYET 3KCIPECCHI0 T'€HOB CHHTE3a INHIMEHTOB.
Jlono/HUTEeILHO ObLI0 BBISICHEHO, YTO BCEe M3YYE€HHbIE B ITHX IKCIHEPHUMEHTAX MYTALUMU
penecCUBHbI 110 OTHOLIEHHMIO K aJIJIEJISIM JUKOI0 THIIA U He 00pa3ylT rpyni CUenJIeHusl.
BbL10 M3yueHo HacJ/ieJOBaHHE OKPACKH KayJOHEMbI B CJeAyIOlIeil cepuu CKpeluBAHMIA.
MyTtaHT U3 Kateropuu 1 ¢ 4YaCTUYHBLIM HapylmieHueM (YHKIUM TeHa (JOCTATOYHBIM ISl
(¢opMupoBaHusi raMeTaHIrMeB M Pa3BUTHA 3UT0Thl) THOPUAU3UPOBAIMN ¢ MyTaHTOM 4. OT
ciopopura 66110 moaydeHo 1000 cnop, Koropbie ObLIM BbICESIHA HA MUTATEJILHYIO CPedy.
50 BbIpocmiMX ramMero(puToB OBbLIM CKpelleHbl ¢ MYTAHTOM U3 Kareropum 3, oOT
MoJIy4eHHbIX cnopoduroB O0bL10 coopano 10 000 cop. ITH cnopbl MOCAAMJIN HA CpPey,
conepxamyw HYK. Ilpu ycaoBum, 4ro Bce raMeropuTbl U CnOPO(GUTHI BLLKUBAKT U
(epTHIBHBI, 2 OKpacKa 3aBHCHT TOJBKO OT MPUCYTCTBUS AYKCHHA, OLICHUTE BEPOATHOCTH
NMOJIyYeHUs] HEOKPAIIEeHHBbIX KayJIOHEM B MOCJeAHeM MNokoJeHun. OTBeT 3anuuuTe B
NPOLEHTAX, OKPYIVIUB JAeCATHYHOE YHUCJIO0 J0Jel 0 BTOPOro 3HAKA MOCJIe 3ansiTOM.
ApryMeHTHpPYHTe OTBeT cCXeMaMH CKpeluBaHuii (7 0a10B).

3ananue 7. CkpbITble MapkoBckue moaesu (17 6aioB).

Ckperteie MapkoBckue nenu (Hidden Markov Models - HMMs) - MOIIHBIN anroOpuTMHUYECKUI
UHCTPYMEHT OTPOMHOTIO pa3HooOpa3usi OMOMH(pOpPMATHUYECKUX IMporpaMM. B ocHOBE HaHHBIX
MOZENeH MaHHBIX JIEKUT MPEANOIOKEHHE, YTO KaXJ0€ HOBOE COOBITHE MOJAEIHPYEMOTro
nporecca He 3aBUCUT OT MPEeAbIIYIIETO.

HMM MoOXeT HaxOAUTCA B OJHOM U3 COCTOSIHUM S§i, IPUYEM IOJIb30BAaTEI0 HEU3BECTHO, B
KakoM UMeHHO. O TeKyIlleM COCTOSIHUM MBI MOXKEM CYAUTh KOCBEHHO, TaK KaK Ka)KJJ0€ CKpPBITOE
COCTOSIHUE S; MOXKET C HEKOTOPOIl SMUCCHOHHOM BEPOSITHOCTBIO bi(0;) POU3BECTH HAOIIOMAEMOM
cobreitue o0;. Ilocne Toro, kak HMM mnpousBena coObiTHe (HE MPOM3BECTH HUKAKOE COOBITHE
HENb3sl, T.€. CyMMa BCEX 3MMCCHOHHBIX BEpOATHOCTEM paBHa 1.0) B KaKOM-TO COCTOSIHMH, OHA
NEPEXOUT B HOBOE COCTOSIHME WJIM OCTA€TCsl B HMCXOJHOM, YTO ONPEAENSETCS MEPEeXOAHBIMU
BEPOSATHOCTAMH @; ISl TOTO COCTOSIHUS (CyMMa BCEX MEPEXOAHBIX BEPOSITHOCTEHN JJIsl COCTOSIHUS
Bcerna paBusercs 1.0).

B kauecTBe mpumepa JaBaiiTe pacCMOTPUM HIPOCTYI0 MapKOBCKYIO MOJENb JUIsl CUTyaluH
BpaueOHOTO ocMoTpa. Bpau HaunHaeT cBor0 paboTy (cocTosiHuEe S) U BCerna MpUHUMAET B JICHD 2
naredTa. OH MOXKeT HaOIOaTh y HUX MAaKCUMyM TOJIBKO | CHMIITOM: Kallleidh WIH YUXaHUE.
Hcxons w3 HaOmomaemMoro cumnTomMa (WJIM €ro OTCYTCTBHS) Bpad JejaeT 3akIloueHue o



COCTOAHMM mnanueHTa. Korma Bpad 3akOHUMI OCMOTP 2-X MAalMEHTOB OH 3aBEpIIAET CBOM
pabounii geHs (cocrosinue E). BuzyansHo nannas HMM npeacrasieHa Ha pucyHKe HUXKE.

1- nauneHT 300poB 2- NauneHT 300poB
0.7 - 6e3 cumnmomos

1 I
0.7 - 6e3 cumnmomos | :
! 0.1 - kawnsem | 1.0
I I
1 I

1
|
1
! 0.1 - kawnsem
1
I

0.7

0.2 - yuxaem 0.2 - yuxaem

0.3 1-1 nauneHT 6oneH 2-1 nayneHT 6oneH

I ! 1

' 0.2 - 6e3 cumnmomos | . 0.2 - 6es cumnmomos
! 0.5 - kawnsem 11 0.3 ! 0.5 - kawnsem
I ! I
I ! [

\J

0.3 - yuxaem 0.3 - yuxaem

7.1. PaccuurtaiiTe NOJHYI0 BEpPOSITHOCTH TOr0, YTO 32 OAMH /[eHb CBOeili padoThl Bpay
NpUMeT MepBbIM 310POBOr0 MNALMEHTA, KOTOPbIH KallisieT, H BTOPbIM - 00JbHOIO
NAUMeHTa, KOTOPbI He MPOosiBJIsieT HUKAKNX CUMIITOMOB (2 0aJjia).

7.2. OnpenenuTte, Kakoe HauboJiee MPaBIONOA00HOE 3aKJIIOYEHHE O 310POBbE MANMEHTOB
clejiaeT Bpay, eCJIM HA OCMOTpPe OH YCTAHOBWJI, YTO 00a mamuenta ynxawt. [loxTBepaure
oTBeT pacueTramu (6 6as1J10B).

7.3. B ononnpopmaruke CKpbITble MAPKOBCKHE MOAEJH OY€Hb YACTO MCHOJIb3YHTCH NPH
padoTe ¢ MOC/IeI0BATEJIBLHOCTAMU HYKJEMHOBBIX KUCJOT WM 0€JIKOB JIsl MpeAcKa3aHusl
3HAYUMBIX YYaCTKOB HWJIM [a’Ke TeHepauuu MocjJaeJ0BaTeJbHOCTEel ¢ 3aJaHHBIMU
cpoiictBamu. Ilo o6pazuy HMM jus ocMoTpa Bpaya u3o0pasute Kak OyaeT BbINIsAIETh
HMM pas noucka CpG-ocTtpoBkoB B renome ¢ GC-coctraBom 60%, eciam ux oxumaaemMasi
yactota BcTpedyaemMocTH cocrapiasier 15%. Ilpumute, yro CpG-0CcTPOBKH MOrYT
pacnoJiararbCsi Kak B CaMOM HavaJjie, TAK U B CAMOM KOHIIe NOCJIeJ0BATEeJIbHOCTH, HO He
MOT'YT MJATH JAPYr 3a ApyroM. BepositHocTu nepexoga u3 ja106oro cocrosnuss B konen (E)
npumute paBubiMu 0.05 (9 6a10B).

Iloockaska: eam nompedyemca coz0amp OmoeIbHOE COCMOAHUE 0714 “HecMblc108bIX”
yuacmkoes, Komopoe 0yoem 2eHepuposans nociedo0samenbHocmsy ¢ Hyyxcuvim GC-cocmagom.

3ananmue 8. [lonmupaxkruaus (15 6aasos.).

HOJ’II/I[[B,KTI/IJ'II/IH onpeacisaeTCsa ayToCOMHO OOMHWHAHTHBIM TICHOM, 4YacTOTa KOTOPOIo B
YeJI0BEUECKOM MOomyJsinuu COCTABJIACT 0.5%. I/ISBCCTHO, 4YTO IIpU3HAK HMECT IICHCTPAHTHOCTD
80%.



8.1. PaccumraiiTe Kakasi 10/ JIOAedl B NOmyasinuud Oyaer HMeTb (PEHOTHIHMYECKHe
NPOsIBJIeHUS TOJMIAKTUIMHU, €CIM OHA HAXOAUTCA B paBHoBecun Xapau-BaiinOepra (2
0asa).

8.2. IommaakTHIINA TaKKe MOKeT BO3HHKATh B pe3dyiabrare myrauui. Yacrora myraumii,
NPUBOISIIIHUX K MOABJICHUIO IT'eHA NMOJMIAKTHINH, cocTaBiaseT 3 Ha 1000 HOBBIX poKIeHUIt
3a MOKoJIeHHe (CUMTAalTe, YTO BEPOSITHOCTHIO IBOMHBIX MyTALMi MOKHO NpeHedpeyb U Bce
HOBbIe cjay4am — rereposurorsl). Ilycrte mmeercs monynsiumsa u3 100.000 4yesosek,
Haxoasimasics B paBHoBecun Xapau BaiinGepra. B cienywmieM nokoJeHUH POAUTCS
aonoaHuTeabHO 50.000 HOBBIX Jr0gei. Paccuuraiite 4yacToTy Jiogeid ¢ (PEHOTHNHYECKHM
NPosiBJIeHHEM NMOJTUAAKTHINM B HOBOI monyJsinum (2 6asa).

8.3. B pe3yabrare reHeTM4eCKOro CKpMHHMHIAa ObLIO YCTAHOBJICHO, YTO B ceMbe X MaThb
SIBJISIETC PelecCHBHOI TOMO3MIOTON MO reHy NoJMaakTuauu. W3BecTHO, YTO B cemMbe
ponmiicsi peGeHOK ¢ moJuaakTuaMed. PaccumraiiTe BepoOSITHOCTH TOr0, 4TO OTel ObLI
FOMO3MIOTHBIM MO0 TeHY MNOJWAAKTWINH. YUYHTBHIBaiiTe, YTO NOJUIAKTHIUS HMeeT
HEIOJIHYI0 IEHeTPAHTHOCTD M MOKET BOZHHKATH B pe3yJbTare myrauui (8 6a/ioB).

8.4. B pe3yabrare reHeTH4eCcKOr0o CKpMHMHIa ObLJIO YCTAHOBJIEHO, YTO B ceMbe X MaTh
ABJISIETCH PelecCMBHON IOMO3UIOTON MO reHy NOJMMAAKTWINM. U3BecTHO, 4TO B cemMbe
ponuJicsi pedeHoK ¢ mosuaakTuianei. Kakoi renorun orua sfiBjisieTcsi CaMbIM BEPOSITHBIM?
OtBer nmoarBepauTe pacyeramu (3 0ama).

3ananme 9. IHK cnepmaro3onnos (8 6a/108B).

K Hacrosmiemy BpeMEHM OYEHb MOMYJISAPHBIM BOIPOCOM SBISETCS H3yY€HHE CIOCOO0B
opraHMszaluu xpomaruHa B sape. Cpeau MHOXKECTBAa Pa3IMYHBIX BAPUAHTOB BO3MOMXHBIX
YKJIaJIOK XpoMaTuHa ocobeHHo BoaenseTcs ykiuaaka JJHK B saape 3pesbix criepmaTo3onios, 1ie
BMECTO NMPUBBIYHBIX TUCTOHOB POJIb KOMITAKTU3ALMH BBIMOIHAIOT Majible (50—100 aMMHOKHCIIOT)
HOJIOXKUTENIBHO 3apsKEHHbIE OCNIKM NMPOTaMHUHbBI. XOTS HPOTAMUHBI U TO3BOJSIOT JOOUTHCS
KpaitHe cuiibHOM crenenn kommnaktuzanuu JJHK u nepeBona ee B “Mmomnyariiee” cocTosiHUEe, YacTh
reHomHoi JIHK cniepMaTo30110B Bce paBHO OCTAETCsl CBsI3aHA C TUCTOHAMM.

[Ipn u3ydyeHun QyHKUMM Takod YacTUYHOM KOMIIAKTH3alMd T€HOMa B CIepMaTo30uaax
IIPOBOJIMJIACH OLIEHKA IOJIOKEHUSI XPOMOCOM B SiApE CIEPMATO30MAAa M 3KCIIPECCUU T'€HOB Ha
pa3HBIX y4yacTKaX XpOMOCOMbI. B pesynbrare Obula mpeasiokeHa MOJIeNb YKJIAaJKU XpOMaTHHa,
npeAcTaBieHHas Ha pucyHKe (a). UToObl ompeneiauTh, aKTHBHBI JIM KOHKPETHBIE YYacCTKH
XpOMOCOMBI, Bbl BCTaBJISIETE B ONPEJECIICHHbIE YYaCTKH ayTocoMbl criepmaro3ouga reH GFP u
OllcHMBaeTe (IyOpeclEHIMI0 B CIepMaTo3ougax M B SHLEKIETKE Ha paHHUX 3Tarax
OTUIOIOTBOPEHMS (PUCYHOK 0).
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9.1. IIpenmnoJioxkuTe, B KaKOii 30He SIAPA CIEPMATO30HMAa COJAepP:KaHUe NMPOTAMMHOB Oyner
Han0oJbIIMM? AprymeHTHpYiiTE CBOIi 0TBET (3 OaJ1a)

9.2. IloueMy HMHTEHCHBHOCTH ()IyopecleHIIMH CIIEPMATO30M/Ia CHUKAETCA K Kparo
xpoMocoMbl? C KAKMM THUIIOM HACJIeA0BAHUS 3TO MOKeT ObITh CBsA3aHO? (2 0aJsia)

9.3. Ha pucyHke HHMKe NpeIcTaBJeHa CXeMa OCHOBHBIX CTaJWH CyLIeCTBOBAHUA
CIepMAaTOo30H/ia OT MOMEHTA €ro NOSBJIEHHs /10 CJAUSIHUA ¢ AAPOM SIHIEK/JIeTKH W HadaJja
ApooJienns. Pacnmosioxkure oTMedeHHbIe Ha pucyHKe cTaguM (A-I') B mopsiike yBeJn4eHust
KOJIMYeCTBA AKTHBHBIX Te€HOB B TreHoMme cnepMmaro3ouaa. IloarBepaurte cBoil oTBer
paccyxaenusimu (3 6asa)

anuekneTka

crnepmaruaa cnepmarosona OnI040TBOPEHME apobnexue
(He3penbIn
cnepmarosoua)




